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Willi  syndrome  manage¬ 
ment,  68-69 
Hyperhidrosis,  59-63 
Hypodontia,  59-63 
Hypogenitalism-hypotonia- 
mental  retardation, 
X-linked,  206 

Hypoplastic  scrotum,  187-189 
Hypotonia-hypogenitalism- 
mental  retardation, 
X-linked,  206 

IGF  syndrome,  135-140 
Ichthyosis,  linearis  circumflexa, 
204-205 

Immunodeficiency 
plasma-associated  defect  of 
phagocytosis,  204-205 
variable,  135-140 
Imperforate  anus,  99-106 
Infant  onset  acid  maltase  defi¬ 
ciency,  217 

Interfamilial  variability,  159- 
166 

Interincisal  opening,  159-166 
Intrafamilial  variability,  159- 
166 

Joint  restriction,  93-98 
Joubert  syndrome,  128-131 

Kaler-Garrity  syndrome,  205- 
206 

Lactate  dehydrogenase,  213- 
215 

Lactate  transporter,  213-215 
Lethal  multiple  pterygium  syn¬ 
dromes,  105 


Index  to  Volume  6 


241 


Lethal  popliteal  pterygium 
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X-linked,  107-115 
Mental  retardation-aphasia, 
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Metaphyseal  chondrodyspla¬ 
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circulating  molecular  forms, 
68 

endocrine  status,  67 
exercise,  70-71 
food,  70-71 
genomic  imprinting  in, 

78- 79 

growth  hormone  treatment, 
145-146,  167 

human  chorionic  gonado¬ 
tropin  for,  68-69 
hyperventilation,  145 
indirect  calorimetry  in,  69-70 
molecular  genetic  data, 

80-81 

molecular  genetic  defects  in, 
77 

obesity  in,  112 
oral  motor  deficits  in,  71-72 
oxygen  sahuration  levels,  145 
parasympathetic  nervous 
system  deficiency,  143- 
144 

phenotypic  features  in, 

78-79 

plasma  GABA  levels,  75-76 
prenatal  diagnosis,  151-152 
pulmonary  function  abnor¬ 
malities  in,  72-73 
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rapid  eye  movement  sleep 
abnormalities  in,  74-75 
respiratory  sinus  arrhythmia, 
143-144 

self-management  skills,  152 
sleep-related  breathing  pat¬ 
terns,  73-74,  144-145 
small  nuclear  ribonucleopro- 
tein  polypeptide  N,  150- 
151 

Smith-Magensis  syndrome 
and, 148-149 

thermoregulatory  character¬ 
istics,  143 

Premolar  agenesis,  59-63 
Prenatal  diagnosis,  99-106 
Prenatal  ultrasound,  100 
Prolonged  survival,  190-193 
Proud-Levine  syndrome,  211 
Prozac,  for  Prader-Willi  syn¬ 
drome,  76 

Pseudomosaicism  trisomy  15, 
79-80 

Pseudoxanthoma  elasticum,  90 
Pterygia,  99-106 
lethal  syndromes  wdth,  105 
multiple  pterygium  syn¬ 
drome,  97-106 

Ptosis-blepharophimosis-syn- 
dactyly,  202 

Pulmonary  hypoplasia,  99-106 


Radial  limb  defects-deafness- 
coloboma,  208-209 
Radio-ulnar  synostosis,  with 
hypotonia-facial  anoma¬ 
lies,  209 

Radio  ulnar  synostosis  with 
hypotonia,  209 

Radius  absent-thrombocytope¬ 
nia-ocular  defects,  210 
Raine  syndrome,  209 
Recessive  inheritance,  182-186 
Renal  agenesis,  99-106 
Retinal  dystrophy-nephro- 
nophthisis-deafness,  207 
Retinal  hypopigmentation- 

cholestasis-cleft  lip/palate, 
202^203 


Richieri-Costa-Guion-Almeida 
syndrome,  206-207 

Saal-Traboulsi  syndrome,  203 
Scalp,  aberrant  anterolateral- 
coloboma-anus  syn¬ 
drome,  203 

Scoliosis,  in  multiple  ptery¬ 
gium  syndrome,  103 
Shapiro-Neish-Pober  syn¬ 
drome,  208 

Short  stature,  93-98,  116-122, 
159-166 

Siamese  twins,  132-134 
Simpson-Golabi-Behmel  syn¬ 
drome,  198-199 
Skeletal  anomalies,  107-115 
Skeleto-facial-mental  retarda¬ 
tion,  206-207 

Skeleto-oculo-cardio  syndrome, 
208 

Skinfold  measurements,  89-95 
Skin  hypopigmentation-hear- 
ing  loss-behavior  abnor- 
malities-mental  retarda¬ 
tion,  209-210 

Small  nuclear  ribonucleopro- 
tein  polypeptide  N,  150- 
151 

Smith-Magenis  syndrome,  175- 
176 

Prader-Willi  syndrome  and, 
148-149 

Spastic  paraplegia-mental  re¬ 
tardation,  X-linked,  211- 
212 

Spastic  tetraparesis-exostoses, 
210 

Stalker-Chitayat  syndrome,  211 
Syndactyly,  159-166,  182-186 
Syndactyly-blepharophimosis- 
ptosis,  202 

Synspondylism,  93-98 

Tar-like  syndrome,  210 
Tarui  disease,  221-222 
Teeth 

congenitally  missing,  59-63 
permanent,  premature  loss 
of,  93-98 


Terminal  7q  deletion,  99-106 
Tetralogy  of  Fallot,  100 
Tetraparesis  spastic-exostoses, 
210 

Thrombocytopenia,  190-193 
Thrombocytopenia-absent  radi¬ 
us-ocular  defects,  210 
Tight  Achilles  tendon,  159-166 
Tranebjaerg-Lou-Andresen 
syndrome,  201 

Translocase  1  deficiency,  215- 
216 

Translocase  2  deficiency,  216 
Trattner-Hodak  syndrome,  207 
Trismus  pseudocamptodactyly, 
159-166 

Trisomy  13, 190-193 
Type  2  collagen  gene,  158 

Vasopressin  Vj  receptor  gene, 
194-195 

Vertebral  anomalies,  93-98 
Volvulus-facial  anomalies,  211 
von  Gierke  disease,  215 

Ward-de  Owens-Sierra  syn¬ 
drome,  208-209 
Webbing,  of  fingers  and  toes, 
199 

Wilson-Richards  syndrome, 

206 

Woods-Crouchman-Huson 
syndrome,  204 

X-linked  syndromes.  See  specific 
syndromes 

mental  retardation,  107-115 
mental  retardation-aphasia, 
206 

mental  retardation-micro¬ 
cephaly-corpus  callosum 
agenesis,  211 

mental  retardation-spastic 
paraplegia-cerebral  anom¬ 
alies,  211-212 
recessive,  199 

Zollino-Mastroiacovo  syn¬ 
drome,  206 


